A female infant with Cornelia de
Cornelia de Lange syndrome, first described in 1933, is characterised by mental handicap, retardation of growth, distinctive facial features, and reduction abnormalities of the limbs.' The spectrum of limb abnormalities ranges from micromelia to phocomelia. Since the advent of banding no significant chromosomal abnormality has been reported.
Case report
The proband was the second child of healthy, unrelated European parents aged 29 and 30 years. Her mother booked for antenatal care at 20 weeks' gestation. An ultrasound scan at that time confirmed the gestation, but was unable to show either upper limb. In addition to this, a minor discrepancy in cardiac chamber size was noted. Fetal echocardiography showed no abnormality, but confirmed the absence of upper limbs. A further scan at 27 weeks' gestation indicated a short right upper limb which ended at the elbow. Pregnancy continued uneventfully to 36 weeks' gestation when maternal weight gain was noted to be poor and the fetus small on palpation. A further scan confirmed the intrauterine growth retardation and labour was induced. The proband was born vaginally with good Apgar scores and weighed 1620 g (< 3rd centile). At birth she was noted to be dysmorphic with severe limb reduction abnormalities ( fig 1) . She was microbrachycephalic with a head circumference of 28.8 cm (< 3rd centile). Her neck was short with a low posterior hairline and her orbital ridges and zygomatic arches were poorly developed. Her eyebrows were low set and formed a well defined arch which fanned out laterally. In addition, she had synophrys, long curled eyelashes, and a hirsute forehead. Her nose was small with a depressed bridge and anteverted nostrils. There was a long philtrum, thin lips, crescent shaped mouth, and micrognathia. Examination of her mouth showed a high arched but intact palate. Her ears were posteriorly rotated and low set. She had bilateral phocomelia, above the elbow on the right and below the elbow on the left. It was not possible to Figure 1 The proband aged 4 
